Objectives: Previous studies conducted on the human CFTR gene have reported that exon 10 and its flanking introns are present in multiple copies in the human genome. The c.1392+6insC and c.1392+12G>A variations are found in all duplicated sequences, but are not authentic mutations in CFTR. To understand the recent evolution of this part of the genome, the comparison of this CFTR region in humans and in 8 different primates had been performed. Methods: DNA extraction, sequencing and BLAST analyses were performed on the studied species. Results and Conclusion: A homologous sequence of the CFTR gene was obtained in the 9 species. We observed also that the two mutations are present in the CFTR gene except for Gorilla and Human but they only reappeared in the duplicated human sequences, suggesting that these duplications are only in human.
WS21.6 A novel 5 alternative CFTR mRNA isoform may be a cause of CFTR dysfunction in a patient with nasal polyposis CFTR is stimulated when cyclic AMP levels near the plasma membrane increase enough for protein kinase A (PKA) to be activated, triggering phosphorylation and channel opening. However, the family of exchange proteins directly activated by cyclic AMP (Epacs) also responds to direct binding of cAMP. Epacs are guanine nucleotide exchange factors for Rap GTPases, which are involved in cell-cell adhesion, cytoskeleton rearrangement and cell polarization, processes dysregulated in cystic fibrosis. Moreover, Epacs localize to the plasma membrane by scaffolding proteins that bind CFTR and PKA, namely ezrin-radixin-moesin (ERM) proteins. This suggests that activation of both CFTR and Epac might be spatially and temporally coincident. However, little is known concerning the involvement of Epacs in CFTR biology. 
